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IIpencraBieHsl iBa KIMHAYECKHUX CITy4asi My>KCKOTO OeCIuiozus,
00yCIIOBIEHHOTO a300cnepMueii Ha poHe aHOMaIMi (KOIMYeCT-
BEHHBIX U KAU€CTBEHHBIX ) TOHOCOM, U TEOPETHIECKOE 000CHOBA-
HHE POJIM AaHOMAJIMII TOHOCOM B reHe3€e PENPOLYKTUBHBIX HAPY-
menuii. Pe3yabraTel Uccie0BaHUi CBUAETENHCTBYIOT, 4TO
60JIbHBIM GECILIONEM U a300CHepMUEii HEOOXOUMO IIPOBONUTD
MUTOTEHETHYECKOEe HcciaenoBanue s auddepenimupoBanus
[aTOJIOTHH ¥ BHIOOPA a/IeKBATHON TAKTUKH aHPOJIOTHYECKOIi pe-
abuwmTanyu.

Kmouesvie cnosa: myoicckoe becnnooue, xpomMocomivle Hapyuens,
yumozenemuueckoe oociedosanue, cunopom de aa Illanenns.

A;romajmn TOJIOBBIX XPOMOCOM (TOHOCOM) 00YCJIOBJIMBAIOT OKO-
0 2% Beex cayvaeB Gecruiopust y Myskaun [1]. 3Hauntenbio
6oJTbITIE TAIIMEHTOB C [IUTOTEHETHIECKUMI HAPYIITIEHISIMH BBISIBIIS-
0T B TeX CJIyyastx, KOr/ia OecIiiojine COMPOBOK/IAETCST HAPYIITEHHEM
criepMaToreHesa u ruroronauamom: ot 19,4% mo 64% [8].

JUIst IanueHToB ¢ TeHeTHYeCKUMU HapyIIeHUsIMI PeIpojyK-
THBHOH (DYHKIINN XapaKTePHBI CHH/IPOMBI, CBSI3AHHbIE C AHOMAJIH-
MU B cCHCTeMe II0JIOBBIX XpoMocoM (ronocom) |7, 11, 17, 22]. Pe-
3yJIBTAaThI NCCJICZIOBAHNI, TIPOBE/ICHHBIX Y MAI[IEHTOB MYy>KCKOTO 1
SKEHCKOTO TI0JIa, CBUICTEILCTBYIOT O TOM, YTO aHOMAJIMH XPOMO-
coM X 1Y COCTaBJISAIOT OKOJIO 2/3 BCeX XPOMOCOMHBIX HapyIIeHui
[7, 12,22, 28]. YacroTa CHHAPOMOB, 00y CJIOBJIEHHBIX AHOMATHSMIU
roHocoM, coctanJser 4,6 Ha 1000 noBoposkaenubix [2]. Taxke us-
BECTHO, 4TO OKOJIO 2% MY3KUMH CTPaaioT nH(epTIIbHOCTHIO [ 18].
Cpemn Myskuut ¢ GeCTUIOINEM 1 HapyIIeHUEM CliepMaToreHesa y
5-15% 06HAPYKUBAIOT XPOMOCOMHDBIE HAPYIIEHUS: aHOMAJIUHU IO-
HOCOM COCTABJISIIOT 75%, aytocoMm — 25% [9, 10, 16]. TIpu anomasu-
SX TOHOCOM OTMEYaeTCsl OTCYTCTBHE MHO)KECTBEHHBIX MOPOKOB
PasBUTHSI U YMCTBEHHOI orcrasoctu (npubiusurensio y 1%
GOJIBHBIX IMArHOCTUPOBAHA 33/IEPIKKA YMCTBEHHOTO PA3BUTHS), U
JTO OTCTABaHNE BBIPA’KEHO 3HAUMTEIHHO MEHBIIE, YeM IIPH aHOMa-
Jmsx aytocom [ 13, 29].

AHOMaJINK TOHOCOM JIeJIAT Ha KOJIMYeCTBeHHble (MOHOCOMUN
1 TIOJIMCOMUM) U CTPYKTYPHBIE (TPAHCIIOKAIINH, €I, Y-
KaIiu, MHCEPIINH, THBEPCUH ), TIPEICTABIEHHbIE TIOJTHBIMU H MO3a-
nunbiMu hopmami [3—6, 33]. Hanbosiee pactipocTpaHeHHBIME SIB-
sistiotest cunzipombl Kiaiindenbrepa (kapuorun 47,XXY; yactora
10 1,5 ma 1000 noBoposkzaenusix), mucomun Y (xkapnorni 47,XYY;
yacrora 1 na 1000 HoBopoxkAeHHDBIX). CTPYKTYpPHBIE IIePeCTPOIKI
xpomocombl Y gocrarouno peaxu [11, 12, 25, 27, 30].

[IpramHOit TeHeTHYeCKH 00YCIOBIEHHOTO MYKCKOTO GECIiio-
JIMs1, CBSI3AHHOTO C HApYIIEHNEM ClIePMATOreHesa, SIBJISIeTCs MyTa-
1HsE B OJJHOM 13 JIOKYCOB XpoMocombt Y [15, 31]. Anasusupyst tep-
MHIHAQIBHYIO JEJIEHIO Y-XPOMOCOMBI TIPETOIOKIIA CYTIECTBO-
BaHe FeHHOTO KOMILJIEKCA MY?KCKO# (DePTUIIBHOCTH B ANCTATIBHOM
y4acTKe 3yXpPOMATHHOBOI YaCTH JJIMHHOTO IIJIe4a XPOMOCOMBI Y
(Yq11). 9ror sokyc HazBanu hakropom azoocriepmun (AZF). Jlo-
kasmsanust AZF B paiiore Y11 Obliia OATBEpPIKIEHA MOJIEKYJISIP-
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HBIMU HccaeioBanusamu [31].

Ha Y-xpomocome JsiokazoBato 6osiee 100 reHoOB 1 HocJiesioBa-
ressrocreit JIHK, u s dynxnmm 16 us nux onpezesenst [15].

l'en, konTposMpYyIONMIT TaMeTOTeHe3 Y MY>KUNH, PACIIONIOKEH
B 9YXPOMATUHOBOH YaCTH JUIITHHOIO I17Ie4a XPOMOCOMBI Y -(hakTop
asoocriepmun (AZF) [19]. C nomonpio MOJEKYJISIPHBIX METOJIOB
Oblyta yCTaHOBJIEHA HEOTHOPO/IHASI CTPYKTYPa 3TOr0 reHa. MUKpo-
JIeJIEIVN, BBI3BIBAIOIIIIE HAPYIIEHUST PEPOAYKTUBHOM (DYHKIMU Y
My3KUMH, ObUIM KApPTUPOBAHBI B TPEX PA3/IMUHBIX CyOperroHax
Yql1. Y manmeHToB ¢ MUKPOJIEIEIIIIMI 3THX JIOKYCOB BBIIBICHO
HapylleHne cliepMaToreHe3a Ha Pas/IMIHbIX CTA/USX B 3aBUCHMO-
CTH OT 1oTepu orpesiesieHHoro yyactka AZF.

Xpomocoma Y JiesIUTCs Ha TPH yYacTKa: 3yXpPOMAaTHHOBOE KO-
porkoe medo Ypll, syxpomaTuHOBas IIPOKCUMAJIbHAS 4acTb
JumHHOTO 11eda Yq11 1 reTepoXpoMaTHHOBBII INCTATIBHBII ydac-
ToK Y12 [20]. MOKHO TIPEITONONKUTD HAJTMUME, KaK MUHUMYM,
Tpex JIOKycoB B Y11, KOHTPOIMPYIONUX ClIepMATOreHes, IpuieM
KaKIIbIii U3 HIX OTBETCTBEH 32 Pa3Hble CTauK aToro mpotiecca. [1o-
CJIe[ICTBAEM HapYIIEHNS B KOK/IO0H 13 YKA3aHHBIX MTOCJICI0BATEb-
HOCTell BJIAETCS a300CHEPMIS WIN OJIUTO300CIEPMUS TSKEJIOH
CTeIeHH, OITOMY 9TH JIOKYCHI TI0JTyur/in HasBanust AZFa, AZFb u
AZFc. Nzyuaetcst ux poJib B mipoliecce criepmatorenesa [31].

Ha xpomocome Y 4yesoBeka paciosioskeHbl FeHbl, KOHTPOIUPY-
torue inddepeHInpoBKy 1osa, GOPMUPOBAHIE STUYEK U ITPOIIECC
cniepmatoreresa [21, 24]. Ilorepss win HapyieHue CTPYKTYPbI
9TUX IeHOB, KaK [TPABUJIO, IPHUBOANT K HAPYIIEHUIO Pa3BUTHUS 110~
JIoBO# cucteMsl |14, 23, 26].

Cunpnpom zie na Hlanesia (XX-male) ¢ kapuorumom 46, XX y
HALIEHTOB ¢ My’KCKUM (DEHOTUIIOM BCTpeYaeTcs ¢ yacToToil 1 na
20 000—24 000 HOBOPOKIEHHBIX MaJBYMKOB. /[oKazaHo, 4TO Yy
GOJIBIITMHCTBA MAIMEHTOB MaTepUa XPOMOCOMbI Y TPAHCJIOIHPO-
BaH Ha KOPOTKHUe ILIeYl OAHOI 13 XpoMocoM X; AIMHHOE ILIeY0
XPOMOCOMBI Y B TAKUX CJYYasIX YTPAYMBACTCS, OTCYTCTBYET U JIO-
Kyc AZF, uro obbsachsger azoocnepmuio [7]. OnHako B HacTosIIIEE
BpeMmst jioryckaercst Hammune reda AZF y GOIbHBIX ¢ CHHIPOMOM
ne sa [anemns [9].

Cunnpomy e ja [lamemnsa mpucyta My»kcKas ICHXOCOINAb-
Has OpUEHTAlNs; KINHUYECKU U 9HIOKPUHOJIOTMYECKU CHHIPOM
XX-male nanomunaer cunpom Knaiindenbrepa, 3a HCKIIOYEHIEM
HEKOTOPBIX KIMHIYECKUX pasiindmii. B mocrmyGeprarHblii epros
Y TaK¥X IAIMEeHTOB, KaK 1 y HHAMBIYYMOB ¢ cuHpomom Kiaiin-
(bembTepa, orpeesnsroTCst PA3HOIT CTETIeHN HEeIOCTATOYHOCTD TECTO-
cTepoHa, B 1/3 ciiydaeB rMHEKOMACTHS, YMEHBIICHHbBIE Pa3Mepbl
amdek u asoocnepmus. IIpogykius Tecrocrepona 1 OTBET Ha CTU-
MYJISIIUAIO XOPUOHUYECKUM TOHAJOTPOITMHOM CHIZKEHBI, Oaszaib-
HeIi 1 crumysrpoBanubiit PIJIT yposens DCI u JIT noBbimen. Y
10% marmeHToB 0TMEYAIOT TUTIOCIIAUIO, 00YCIOBJIEHHYIO HEIOCTa-
TOUHOIT BBIPAGOTKO#T TecTocTepoHa KiieTkaMu JIeimra Bo BHY TpH-
YTPOOHBIH neprojt passuTist. [10 cpaBHEHUIO ¢ My KUMHAMI C Kapu-
orurioM 47, XXY y Myk4umH ¢ KaproTurom 46,XX 3HaunTesIbHO pe-
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JKe BCTPEYAIOTCS] UHTEJLIEKTyaIbHble U TICUXOCOIUAIbHBIE HAPY-
wenns. J[js HuX xapakreped 6ojiee HUSKHMI pocT (CpefHuil poct
168 cm), yem mipu kapuoture 47,XXY WM y 3I0POBBIX MY’KUYHH C
kapuotunom 46,XY. Ouoil 13 0cOOEHHOCTEI, OTIINYAIOIINX TIAIU-
eHTOoB ¢ cutapomoM X X-male, siBistercst Masiblii pasmep 3y6os (Y-
CIETUICHHOE HACJIe/I0BaHUe). B oT/idme oT manmeHToB ¢ KapuoTu-
oM 47,XXY oHr 06bIMHO 06I/IAI0T HOPMATBHBIMU IPOTOPIUSAMU
cKkesieta. Y ManmeHToB ¢ cuHapoMoM jie Jjia [amemns B nepsore 20
JIeT SKU3HU He OIPEeIesIseTcs] HUKAKIX MTOTPAaHNYHBIX PACCTPOHCTB
1 KaKNX-J1100 reHUTAIIBHBIX aHoMasnii [9].

OnricanHble BbIIE TeHETHYECKUE CUHIPOMbI PEIKO THArHOC-
TUPYIOT, B CBS3U C YeM KasK/IbIi KIIMHUYECKUH CIydail aHOMaIuu
TOHOCOM 3aCJIy>KUBAET OT/EIbHOTO BHUMAHUSI.

MATEPUAJIbl U METObI

[IpUBOAMM KJIMHWYECKKE TIPUMEPBI COOCTBEHHBIX HabJI0/Ie-
HUH GOJIBHBIX OECILIONNEM € AHOMAJMSAMU TIOJIOBBIX XPOMOCOM,
KOTOpbIe HAXOZATCS 1ot HariM HabuozierneM ¢ 2007 roza. Tene-
TUYECKHUE MCCJAEIOBAHS BBITIOIHEHBI B MEIUKO-TEHETHYECKOI J1a-
6oparopru O1ecCKOro HAIMOHAIBHOTO MEIUIIMHCKOTO YHUBEPCHU-
Tera, a HabJoaeMble GOJIbHbIE ObLIM TPOKOHCYIHTHPOBAHDI B Jla-
Goparopun reHeTHKr MeInKo-TeHeTHIEeCKOTO HAyYHOTO IeHTpa
PAMH, r. Mocksa.

Komruieke obcesioBanust BRIoYasr: ¢60p aHaMHeE3a, OCMOTD,
AHTPOTIOMETPHIO; OTIEHKY TOPMOHAIBHBIX TIOKa3aTeell — TeCTOCTe-
poH o6mwmii (T), morenunsupyomuii ropmos (JIT), dhommmkyno-
crumympyionii ropmon (DCT) n nposaktun (ITPJI); nccreno-
BaHIe CEKPeTa TPEICTATETbHOI JKeJIe3bl JIJIsT UCKIIIOYEH ST BOCTIa-
JINTEJILHOTO TIPOTIECCA; CIIEPMOTPAMMY; YJIbTPa3BYKOBOE HCCIIEI0-
BaHIe OPTaHOB MOIIOHKY U [IPE/ICTATETbHOI JKeJTe3bl; KAPHOTHITH-
pOBaHNe; IUTOTeHETHYECKUTT AHATIN3.

PE3VYJIbTATbl UCCJIEAOBAHUSA
N NX OBCY>XAEHUE

Bouabroii I1., 1970 roga poxzaenus, xureas r. Ongeccsl, obpa-
THJICSI B CBSI3U C OTCYTCTBUEM JieTell B Gpake Ha MPOTSIKEHNH 3 JIeT.
3 anamnesa 13BeCTHO, YTO HMAIMEHT UMeJI OTCTaBaHue B (husnue-
CKOM Da3BUTHY; a/ieKBaTHbIE apeKimu ¢ 12 set; asgkymwaus ¢ 14
JIeT, CBI3aHHast ¢ Tosumonueit; nosunormu ¢ 14 go 18 et 1 pas B
20-30 nmeit; monosas xusHb ¢ 17 set, peryssapuas — ¢ 22 jet 10
HACTOSIIETO BPEMEHIT; COCTOMT B TIEPBOM Opake, GepeMeHHOCTel y
JKEHbI He OTMEYEeHO.

Anrponomerpudeckue aanusle: poct — 160 cm, macca Tena —
76 Kr, okpy»kHOCTB rpyzu — 114 cm, okpysknocTb Tamun — 100 M,
OKPY’KHOCTD Taza — 95 cM, OKPY;KHOCTH Oezpa (IOJI ATOMIHOM
CKJIQJIKOI) — 62 cM, OKPY’KHOCTD rosienu — 41 ¢M, BbIcoTa HOT (10
BEPXHUX FPAHMIL BepTesia OepeHHoii KocTu) — 85 cM, JUTiHA PYKH
— 62 cMm, ymHa ket — 16,1 ¢M; TestocokeHme mpaBUIbHOE, Tn3-
Mopduii Her; Masbiii pasmep 3y60B; 0BOIOCEHHE JTOOKA 110 MyK-
CKOMY THITY; TIOJIOBOU YJIeH HOPMATBHBIX Pa3MEPOB, SMYKH 00bIY-
HBIX Pa3MEPOB U KOHCHUCTEHIIUH.

Jlononnumenvtvle ucciedo8anus

Cnepmorpamma: 06beM — 2,0 MJT; KOHCHCTEHITHST BSI3KasT; pas-
skmkeHre yepes 30 MUH; 1[BET CIIEPMBI — Oeslo-cepast, MyTHasT; 3a-
nax crierpiudeckuii (1BeToB KOHCKOTro Kainrana); Ph — 8,0; B asi-
KyJISITE CIIEpMaTo30M/10B HeT; JieiikoruTsl — 10 10° B 1 Mur; Makpo-
(aru exmHMYHbIE B IIperapare.

[Tonossie ropmons: OCI' — 2,69 MME/man, JII —
13,5 MME /M, T — 10,1 amous/i, TIPJT — 415 HMOJIB /J1.

Y3U opranoB MOIIOHKA: 9XO-TIPU3HAKU TUIOILIA3NH STHUEK;
npezicratesibast keneza — 31x21x30 MM, OOBIMHBIX Pa3MepoB;
CTPYKTYPa OTHOPOIHAST; TIIOTHOCTH OOBIYHASL.

[IpoBeneno kapuoTnnmpoBanue Mo JIMMGOIUTaM TIepudepH-
yeckoil kpoBu: 46X X (pucyHoK).

MostexyIsIpHO-TeHeTHYeCKas! ANArHOCTHKA: C 1eJIbIO OIpesiese-
Hus Hasmanst rena AZF ripoBejien onck ziesteruii B jokycax AMG
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(xpomocoma X), AMGL
(IIeHTPOMEpPHBII  paiion
xpomocombl YY), SRY,
ZFY, sY84, sY86, sY615
(AZFa); sY127, sY134
(AZFDb); sY254, sY255
(AZFc) xpomocomsl Y.
Jlokyc AZF orcytcTByer.

Ha ocnoBanum mpo-
BEJIEHHBIX AHAMHECTUYe-
x CKUX, KIMHUYECKUX U MO-

JIeKyJIIPHO-TeHEeTHYeC-
KHX nccie/joBanuii Bepuduiposan cunapom e ja [Haness.

IManuenty Gblyia Ha3HAYEHA 3aMECTUTEJbHAST TEPAIUS TEC-
TOCTepOHOM yHekonatoM B so3e 1000 mr omun pas B 12 Hen.
Ha ¢one koropoii crrycrst 9 Mec GblJI0 OTMEYEHO YCHIIEHIE [IPO-
SIBJIEHUSI BTOPUYHBIX TIOJIOBBIX IPU3HAKOB (IIOHMIKEHIE TeMOpa
roJI0ca, YCUJIeHNs POCTa BOJIOC HA JIUIE, YBeJIUYeHNe MbIIed-
HO¥ Maccer). [lanuenT mpopoIKaeT HAXOAUTHCSI HAa 3aMECTU-
TeJIbHOIT TeparTii.

Cureyionmuii KIMHAYECKUH TPUMeP U3 Ynciia HaOJIofaeMbIX
HaMU IAI[MEHTOB IIPe/ICTaBJIeH PEeAKOil OPMOII KOIMYeCTBEeHHOH
AHOMAJIUT TOHOCOM.

Boabroit B., 1985 roga poskaenust, sxurenb r. Omeccsl, obpa-
Tuiicst ¢ OecruionueM, B Opake Gosee 1 roja. AjileKBaTHbIE SPEKIUK
¢ 13 set; asikyssiiyst ¢ 14,5 rojia, CBsA3aHHAS € MOJLTIONUE; T10J10-
Bast sKu3Hb ¢ 18 sier, peryssapras — ¢ 20 JieT; CocTOUT B iepBoM Opa-
Ke, GepeMEeHHOCTEN Y JKeHbI He OTMEYEHO.

Amnrporniomerpudeckre ganubie: poct — 175 cM, Macca Tea —
68 Kr, OKPYKHOCTD TPYAN — 93 €M, OKPYKHOCTD TaJIuu — 88 cM; Te-
JIOCTIOKEHUE TIPABUIIBHOE, IM3MOP(MUIl HET; OBOJIOCEHHE JI0OKA 110
MY’KCKOMY THITY; TIOJIOBOM UJIeH HOPMAJIBHBIX Pa3MEpOB, SIITIKH
OOBIYHBIX PA3MEPOB 1 KOHCUCTEHIH.

Jlonoanumenvrole ucciedosanust

Crepmorpamma: 06beM — 3,0 MIT; KOHCUCTEHIHST SKUJIKAST; Pa3-
JKiskeHne depes 30 MUH; TIBET CIIEPMBI — CepoBaTasi, MyTHasT; 3aax
crieruyeckuii (11BeToB KOHCKOTO Kairana); Ph — 7,0; B asikyisi-
Te CIEPMaTO30M/I0B HET; IEUKOIMThE — 200 ThIC./MJI.

[Tososbie ropmonsr: DCT - 40,9 MME /nvo, JIT — 4,6 MME /v,
TecTocTepot — 14,4 HMouIb /I

Y 3U nipencraTesbHOM sKeJie3bl 1 OPraHOB MOIIIOHKH: SIMYKU 1
NPUAATKE OOBIYHBIX PasMEPOB M 9XOI€HHOCTH; TPeJCcTaTeIbHasg
skese3a — 36x27x39 MM, OOBIYHBIX PA3MEPOB; CTPYKTYPa OTHOPO/I-
Hast; IIOTHOCTh OOBIYHAS.

WccenenoBanite kaprioTuiia: Mo3antmam 45,X/46,XY.

[Tpu ananmmse kapuoruna B 13% nccieoBannbix Metadas Bbl-
SIBJICH KJIOH KJIETOK, He cofiepaniux Y-xpomocomy (45,X).

BosHukHOBeHME KI0HA 45,X BEpOsITHEE BCEr0 00YCJIOBIEHO
HOCT3UTOTHYECKON yTpaToil Y-xpomocombl. Hapsany ¢ mosany-
HBIM KapUOTHUIIOM BO3MOKHO U HAJUYUE MUKPOJEJEIl B JI0-
kyce AZF.

Ornrcanible KITNHUTIECKIE TIPUMEPDI TIPEJICTABIISIIOT UHTEPEC B
CBSI3U C OTCYTCTBUEM (DEHOTHITNYECKUX TIPOSIBJIEHUN TEHETHUYEC-
Kux aHomasuii. IToBozom Jist 00c/IeIoBaHNsT TTAIIMEHTOB U BEPH-
(bukanmu MarHosa mocIyKujio obpaileHne MalueHToB B CBI3U €
Gecronem B Gpaxe.
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[luToreHeTHYECKOE MCCIENOBAHIE Y OOIBHBIX, CTPAJAIONIIX
MY’KCKIM OECTIONINEM € a300CTIepMUeti, TIO3BOJISIET OTIPEIETHTD
renes 3a060JI€BAHSI U IEPCIIEKTUBbI AHIPOJIOTMYECKON peabuinra-
UL

[TarnmeHTam ¢ BbISIBJIEHHBIMU TEHETHYECKIMU aHOMAJIMSIMU 1
MPOSIBJICHUSIMU THIIOTOHA/IM3MA HEOOXOAMMO TPOBOJUTH TOPMO-
HOTEPAIHIO 0 3AMECTUTETHOMY WM CTUMYJIUPYIOIIEMY THITY B
TEJISIX TIOJIEPIKANS AHIPOTIOTHIECKOTO CTATYCA.
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Ponb reHeTUYHOro focig)XXeHHs B giarHoCcTuui 4o-
JIoBiYOro 6e3nnigng: NpUKIaAuv BIACHUX KIiHIYHUX
crnocTepeXxeHb Ta IXHE TeopeTUudHe 06rPYHTYBaHHS
@.l. Koctes, P.B. Yuctakos, C.B. bBoraybkunii,

O.B. PyaeHko, O.M. 3ayecnaBcbkuii, 0.A. Kabak

IIpezcraBieHo /Ba KAIHIYHI BUNAIKN YOIOBIYOTO OESILTI/IS, 3yMOB-
JIEHOTO a300CHePMi€l0 Ha TJii aHOMaliii (KiJIbKiCHUX i SKiCHMX) rOHO-
COM, Ta TeopeTHyHe OOTPYHTYBAHHS POJIi AaHOMAJIif TOHOCOM Yy reHesi
PenpoAyKTUBHUX HOpYyIleHb. Pe3dyibTati mociimkenb cBiguars, 110
XBOPUM Ha Ge3II/IS Ta a300CepMilo HeOOXiAHO IPOBOJANTH IIUTOTE-
HETUYHE JIOCJI/PKeHHS Uit udepeHIliloBaH s naToiorii Ta Bubopy
A/ICKBATHOI TAKTHKM aHPOJIOTIYHOT peabiiTarrii.

Knrouo6i cosa: uonogiue 6e3niiods,, Xpomocommi nopyuenst, yumoze-
nemuune obcmedcenns, cunopom de aa Illanenns.

Yucrsiko Pyciaan BopucoBuu — Opecckuil HallMOHATIBHBIN MeAwIuHcKuil yuuBepcutet; 65082, r. Omecca,

The role of genetic studies in the diagnosis of male
infertility: examples of shareholders of clinical
observations and theoretical basis

F.l. Kostev, R.B. Chistyakov, S.V. Bogatsky,

A.V. Rudenko, A.N. Zacheslavsky, U.A. Kabak

Here are presented two cases of the male azoospermia-influenced
infertility in the setting of gonosomes anomalies (quantity and quali-
ty) and theoretic substantiation of the gonosomes anomaly role in the
genesis of the reproductive disorder. Results of our researches confirm
that patients with infertility and azoospermia need cytogenetic stud-
ies in order to differentiate pathology and select appropriate tactics of

andrology rehabilitation.

Key words: male infertility, chromosome disorder, cytogenetic screen-

ing, de la Shapell syndrome.
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